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ABSTRACT

Background: Gonadal dysgenesis is a condition of the genital gland that is underdeveloped during
the fetal period, which causes partial or total reduction in the production of genital hormones that
cause sexual development disorders, infertility. Genital dysfunction is common in Turner syndrome
(karyotype 45,X) or Klinefelter syndrome (47,XXY), and also in those with karyotype 46,XX or
46,XY or 45,X/46XY.

Objects and method: This study is to describes 13 clinical cases of of gonadal dysgenesis in the
Vietduc hospital from 2015 to 2023.

Results: There were seven patients with complete gonadal dysgenesis and six patients partial gonadal
dysgenesis, in which five patients 45,X/46,XY; four patients 46,XY, three patient Klinefelter with
47,XXY and one patient with 46,XX. Seven with female genitalia, breast and pubic hair were
undeveloped, primary amenorrhea in adulthood. Five cases phenotype man with normal penis, one or
two testes in scrotum, delayed puberty and azoospermia. One case was ambiguous genitalia. While
concentration of testosterone and estradiol were lower than normal, LH and FSH were higher than
normal.

Conclusion: Gonadal dysgenesis occurs in those with chromosomes 46,XX or 46,XY, or 47, XXY
ormosaic chromosome 45,X/46,XY, characterizing with poor or undeveloped genital glands, no signs
of puberty or late puberty, amenorrhea and primary infertility.
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TOM TAT

Pit van dé: Thiéu san tuyén sinh duc 1 tinh trang tuyén sinh duc kém phat trién thoi ky bao thai nén
giam san xuat mot phan hodc hoan toan hormon sinh duc gay rdi loan phat trién gi6i tinh, vo sinh.
Thiéu san tuyén sinh duc thuong gip & hoi chimg Turner (NST 45,X) hoic hoi ching Klinefelter
(NST 47,XXY) ngoai ra con gap ¢ ngudi NST 46,XX hodc 46,XY hoic thé kham 45,X/46,XY...

Poi twgng va phwong phap nghién ctru: M6 ta 13 ca 1am sang thiéu san tuyén sinh duc tai BV HN
Viét Buc giai doan 2015-2023.

Két qua: 7 ngudi thiéu san hoan toan va 6 ngudi thiéu san khong hoan toan tuyén sinh duc: ¢6 5
nguoi NST kham 45,X/46,XY, c6 4 ngudi NST 46,XY, c6 3 ngudi NST 47,XXY va 1 nguoi NST
46,XX. Trong d6 7 nguoi c6 bd phan sinh duc nit, vii va 16ng mu khong phat trién, vo kinh nguyén
phat khi truong thanh. 5 nguodi ¢6 bd phan sinh duc nam, c¢d duong vat va tinh hoan 1 hodc 2 bén, khi
truong thanh day thi mudn, vo sinh. Mot ngudi bd phan sinh duc khong rd rang. Xét nghiém hormon
testosterone, estradiol thép, FSH va LH cao.

Két ludn: Thiéu san tuyén sinh duc gip & ngudi NST 46,XX hodc 46,XY, hodc 47,XXY hoic thé
kham NST 45,X/46,XY v6i dic trung 13 tuyén sinh duc kém hodc khong phat trién, khong c6 dau
hi€u day thi hodc ddy thi mudn, v6 kinh va vd sinh nguyén phat.

Tir khéa: Thiéu san tuyén sinh duc, day thi muon, vo kinh nguyén phat.
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1. PAT VAN PE

Thiéu san tuyén sinh duc (gonadal dysgenesis) 1a tinh
trang tuyén sinh duc khong biét hoa thanh tinh hoan,
budng trimg (complete gonadal dysgenesis) hoic tuyén
sinh duc kém phat trién nén nguoi bénh ddy thi mudn,
v6 kinh nguyén phat, vo sinh [1]. Thiéu san tuyén sinh
duc thuong gap & hoi chung Turner (NST 45,X) voi
tan xuét 1/2500 tré nit [2] hodc hoi chimg Klinefelter
(NST 47,XXY) véi tan xuat 1/600 tré nam [3]. Thiéu
san tuyén sinh duc con gip ¢ ngudi NST 46,XX hoic
46,XY hodc thé kham 45,X/46,XY ... Trong d6 thiéu
san tuyén sinh duc & nguoi NST kham 45,X/46,XY
khoang 1.0/10.000 ngudi v6i biéu hién 1am sang khéc
nhau tir ngoai hinh nit hodc nam tuy mirc do thiéu san
hoan toan hay mot phan tuyén sinh duc[4]. Thiéu san
hoan toan tuyén sinh duc ¢ nguoi NST 46,XY (hoi
chimg Swyer) v6i diac diém va va 1ong mu khong phat
trién & nguoi by phan sinh duc nit khi truong thanh.
Tuy muc do giam san xudt hormon sinh duc ma khi
truong thanh nguoi thiu san tuyén sinh duc s& khong
c6 dau hiéu day thi hodc day thi mudn, cac dic tinh sinh
duc phu kém phat trién, v6 kinh & nguoi ngoai hinh nit,
v0 sinh & nam va nit [4].

2.POI TUQNG VA PHUONG PHAP NGHIEN CUU

Nghién ctru mo ta loat ca bénh thiéu san tuyén sinh
duc duoc kham lam sang, si€u am hoac MRI co quan
sinh duc, lam xét nghiém hormon sinh duc, NST, gen
biét hoa tinh hoan SRY va cac dot bién mat doan ving
AZFa, AZFb, AZFc va vung mo rong trén NST Y.

3. KET QUA

Tir 2016 dén 2023, tai Bénh vién Hitu Nghi Viét Buc
¢6 13 ngudi chan doan DSDs do thiéu san tuyén sinh
duc, tudi tir 10-27 tudi, trung binh 17,6 + 8,4 (+2SD).
Trong d6 5 nguoi NST kham 45,X/46,XY, 4 nguoi
NST 46,XY, 3 nguoi NST 47,XXY va 1 nguoi NST
46,XX. Toan bd nguoi bénh co tién st gia dinh, anh chi
em rudt khong méc réi loan phat trién giGi tinh.

3.1. Pic diém nguoi bénh thiéu san hoan toan tuyén
sinh duc NST 46, XY

C6 4 ngudi ngoai hinh nit, co bat thudng bo phan sinh
duc hodc khi day thi va va 1ong mu khong phat trién,

v6 kinh nguyén.

Nguoi bénh 1: Lé Thanh Khanh L, 10 tudi, ngoai hinh
nit, 130cm x 32kg, bo phén sinh duc nit c6 am dao,
phi dai 4m vat 2cm, 16ng mu chua phat trién (P1), vi
chua phat trién (B1). Bénh nhan da kham tai bénh vién
Nhi trung wong, xét nghiém NST 46,XY, da dugc phau
thuat noi soi 6 bung khong thay tinh hoan, budng trimg,
tir cung, thay vét tich tuyén sinh duc 14 té bao biéu mo
hinh vudng chua biét hoa thanh tinh hoan, budng tring.

Nguoi bénh 2: Tran Thi Minh H, 15 tubi, ngoai hinh
nit, vo kinh nguyén phét, va chua phat trién (B1). Bo
phan sinh duc nit, c6 4m dao, 1ong mu chua phat trién
(P1), siéu am khong thay tinh hoan, budng trimg, tir
cung, tuyén tién liét. Xét nghiém NST 46,XY va khong
c¢6 gen biét hoa tinh hoan SRY. Sau diéu trj estrogen
1 nam thay va phét trién (B2-B3), 16ng mu phat trién
(P3). Tu cung kich thudc 46x14mm, ndi mac moéng.
Tuyén sinh duc phai 8.6x6.4mm, tuyén sinh duc trai
8.2x5.2mm khong thiy khdi bat thuong.

Nguoi bénh 3: Hoang Thi Th, 16 tudi, ngoai hinh n,
140cm x32kg, bo phan sinh duc nir, cé am dao, 16ng mu
chwa phat trién (P1), vo kinh nguyén phat, v chua phat
trién (B1). NST 46,XY, siéu 4m khong thiy rd tuyén
sinh duc hai bén, vi tri sau bang quang c6 dai xo vét
tich tir cung 18x9x5mm. Diéu tri estrogen dap tmg tot,
sau 2 nam, cao thém 6cm, vi phét trién B2-B3, 16ng
mu phat trién P2, ¢6 ra mau 4m dao dang kinh nguyét,
tir cung phat trién c6 hinh thai rd rang, nga trude, kich
thudc 42x18mm, tuyén sinh duc trai 17x14mm, tuyén
sinh duc phai 13x11mm khong thay khi khu tru.

Nguoi bénh 4: DS Thi Tra Gi, 18 tudi, ngoai hinh ni,
160cmx50 kg, vd kinh nguyén phat, va khong phat
trién (B1), bo phan sinh duyc nit, 16ng mu khong phat
trién (P1), c6 am dao. NST 46,XY. Phau thuat ndi soi
6 bung, khong phét hién budng tring, tinh hoan, khong
thdy tir cung, cét t6 chirc nghi ngd tuyén sinh duc lam
giai phau bénh 14 cau trac voi trimg, khong cé ciu triic
tinh hoan, budng trimg.

3.2. Pic diém nguoi bénh thiéu sin tuyén sinh duc
NST kham 45,X/46,XY

C6 5 nguoi trong dé 3 ngudi ngoai hinh nit va 2 ngudi
ngoai hinh nam NST 45,X/46,XY co bét thuong bd
phén sinh duc hodc cham day thi.

Nguoi bénh 5: Binh Thi Thu H, 16 tudi, ngoai hinh nf,
143cm x 37kg. Vo6 kinh nguyén phat, vii khong phat
trién (B1), 16ng mu khong phat trién (P1), bd phan sinh
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duc nii, c6 am dao. NST 45,X/46,XY. Siéu 4m khong
thiy tinh hoan, tuyén tién liét va budng trimg 2 bén, co
dai xo phia sau bang quang nghi ngo vét tich tir cung,
kich thudc 6x12mm. Phau thuat noi soi O bung cit vét
tich tuyén sinh duc 1am giai phdu bénh 1a mé t6 chirc
voi trimg, khong thiy nang trimg.

Nguoi bénh 6: Hoang Thi Thuy D, 17 tudi, ngoai hinh
nir, vo kinh nguyén phat, vii khong phat trién (B1), bo
phan sinh duc nit, c6 &m dao khoang 7cm, 16ng mu
chua phat trién (P1). Xét nghiém NST 45,X/46,XY, c6
gen biét hoa tinh hoan SRY. Phau thuat ndi soi 6 bung,
khong phat hién budng trimg, tinh hoan, cit vét tich
tuyén sinh duc giai phau bénh 1a cau tric voi trimg, mo
dém budng trimg nhung khéng c¢6 ciu tric nang trimeg.

Ngudi bénh 7: Vi Thi H, 19 tudi, ngoai hinh nit, 142cm
x58 kg, ram 16ng toan than. V6 kinh nguyén phat, va
bén trai phat trién (B3), bén phai (B2), bd phan sinh
duc nit, c6 am dao, long mu P3. NST 45,X/46,XY,
c6 gen biét hoa tinh hoan SRY. Siéu am thay tir cung
nho 28x12x38mm, gdm than va cb tir cung, khong rd
céc 16p tir cung. Phiu thuat ndi soi 6 bung khong thiy
budng trimg, tinh hoan, cét vét tich tuyén sinh dyc lam
giai phau bénh 1a di tich voi trimg.

Nguoi bénh 8: Bui Vian Th, 13 tudi, thé trang nho bé
130cm x 26 kg, ngoai hinh nam, chua c6 déu hiéu day
thi, bd phan sinh duc nam, duong vat cong gap Scm, c6
tinh hoan bén phai kich thudc 22x21x8mm (2,13cm’),
khong thay tinh hoan trai, 15 dai thap thé ning, 1ong mu
chua phat trién (P1). NST 45,X/46,XY, ngudi bénh da
phau thuat tao hinh niéu dao nam va noi soi o bung théy
6ng phuc tinh mac bén trai md, bé mach tinh da di ra
ngoai, khong thay tinh hoan trai.

Ngudi bénh 9: Hoang Vin H, 27 tudi, ngoai hinh nam,
150cm x 55kg, da két hon 1 nam, chua c6 con. B phan
sinh duc nam, duong vét 5cm, 16 dai thap gdc duong vat,
tinh hoan phai trong biu kich thudc nhé 33x12x16mm
(3,6g), tinh hoan trai trong dng ben gan 156 ben nong,
kich thuéc nhé 36x12x14mm (khoang 3,4g), long mu
P4. Xét nghi€ém NST 45,X/46,XY. Ngudi bénh da phﬁu
thuat tao hinh niéu dao nam.

3.3. Pic diém nguoi bénh thiéu san tuyén sinh duc
NST 46,XX

Ngudi bénh 10: Hoang Hitu Th, 23 tudi, gidi tinh nam
nhung c6 ngoai hinh nit, 158cm x53kg, bd phan sinh
duc khong rd rang, khong thay tinh hoan, khong c6 4m
dao, khong phan biét moi lon, mdi nho. Khi day thi va
khong phat trién, 16ng mu khéng phat trién, tinh cach
nguoi nit. Xét nghiém NST 46,XX. MRI khoéng phat
hién tinh hoan, budng trimg, tir cung, nghi ngo ¢6 tuyén
tién liét 19x27x24mm (6-8gram). Piéu tri ndi tiét nir
thdy v va 16ng mu phat trién.

3.4. Pic diém ngudi bénh thiéu sin tuyén sinh duc
NST 47,XXY (Klinefelter)

C6 3 nguoi bénh Klinefelter kham do tinh hoan nho,
khong c6 tinh trung.

Nguoi bénh 11: Lé Dirc Ch, 19 tudi, ngoai hinh nam,
165cm x 60kg, bd phén sinh duc nam, duong vat 8cm,
tinh hoan 2 bén nho trong biu, 16ng mu P4, 16 dai dau
duong vat. Siéu am tinh hoan phai 12x7x16 mm (0,73
cm?®), tinh hoan trai 15x11x10mm (0,83 cm?), hai tinh
hoan nam cao gdc biu, hinh thai, cdu trac binh thudng.
Tuyén tién liét 35x22x23 mm (9.18g), NST 47,XXY.

Ngudi bénh 12: Nguyén Hitu B, 18 tudi, ngoai hinh
nam 163cmx58kg, b phan sinh duc nam, duong vat
12cm, 16ng mu P4, hai tinh hoan nhé trong biu, 16 dai
dau duong vat. NST 47,XXY, khong c6 dot bién mat
doan. Siéu am tinh hoan phai 20x6x12mm (0,87 cm?),
tinh hoan trai 20x6x11 mm (0,71 cm®) hinh thai binh
thuong, tinh dich khong thdy tinh tring, thé tich it
<0,3ml.

Nguoi bénh 13: Pham Tuédn M 18 tudi, ngoai hinh
nam 167cm x 70kg, bo phan sinh duc nam, duong vat
10cm, tinh hoan hai bén nho, 16ng mu P4, 15 dai ¢ dau
duong vat. Vi phat trién hai bén B4, nim va dang nir.
Siéu am: tinh hoan phai 22x8x12mm (1,01 c¢cm?), tinh
hoan trai 12x23x9mm (1,3 cm?®), hinh thai, cAu trac tinh
hoan, mao tinh binh thuong. NST 47,XXY, khong co
d6t bién mét doan. Tinh dich d6 khong thay tinh tring.
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3.5. Pic diém nhiém sic thé va gen biét hoa tinh hoan SRY

Bing 1: Nhiém sdic thé ngwoi bénh

Nguoi bénh NST Nhiém sic thé chi tiét
NB 1, nir, 10 tubi 46,XY Khong phat hién bat thudong mirc d6 NST
NB 2, nit, 15 tudi 46,XY Khong phat hién bat thuong mirc d6 NST
NB 3, nit, 16 tudi 46,XY Khong phat hién bat thuong muic do NST
NB 4, nit, 18 tudi 46,XY Khong phét hién bét thuong muic do NST
N 2. Dong té bao 45,X ¢6 12/120 cum (10%)
B 1 45.X/46,XY . ;
NB 5, nix, 16 toi >.X/46, Dong té bao 46,XY ¢6 108/120 cum (90%)
N N Dong té bao 45,X c6 10/82 cum (12%)
NB 6, nir, 17 tuoi 45,X/46,XY Dong té bao 46,XY c6 72/82 cum (88%)
N N Dong té bao 45,X ¢613/55 cum (23,6%)
NB 19t 45.X/46,XY . -
7, i, 19 ol >X/46, Dong té bao 46,XY ¢6 42/55 cum (76,4%)
2. Dong té bao 45,X c6 22/50 cum (44%)
NB 8, nam, 13 twoi 45,X/46,XY Dong té bao 46,XY cb 28/50 cum (56%)
2. Dong té bao 45,X ¢6 31/99 cum (31%)
NB 27 tu 45.X/46,XY 3 -
9, nam, 27 tuol D Dong t& bao 46,XY c6 68/99 cum (69%)
NB 10, 23 tudi 46,XX Khong phét hién bét thuong muic do NST
NB 11, nam 19 tudi 47 XXY Klinefelter thuin
NB 12, nam 18 tudi 47 XXY Klinefelter thuin
NB 13, nam 18 tudi 47, XXY Klinefelter thuan

Nhian xét: 4 ngudi NST 46,XY va 1 ngudi NST 46,XX  ty 18 té bao 45,X tir 10-31% thip hon ty 18 té bao 46,XY
khong quan sat thiy bt thuong mirc do nhidém sac thé, tir 69 dén 88%. Ba ngudi hoi chimg Klinefelter thuan
5 nguoi thé kham véi 2 dong té bao 45,X va 46,XY voi  vé6i 1 dong té bao 47,XXY.

Bdng 2: Phén tich gen biét hoa tinh hoan SRY

Nguwoi bénh Gen SRY Cac vung gen trén NSTY
NB 2, nit 15 tubi Khoéng c6 gen biét hoa tinh Co céac vung gen AZFa, AZFb, AZFc va ving mé rong
NST 46,XY hoan SRY (4m tinh). Khong phat hién dot bién mat doan.
NB 6, nit 17 tudi, NST , L . Phat hién vung gen AZFa, AZFb, AZFc trén NST gidi tinh Y
t hoa tinh h RY. i . gz
45.X[10)46.XY[72] | OO gen biethoa tinh hoan S va khong phat hién dot bién mét doan.

Ving AZFa: khong c6 dot bién.
Ving AZFb: mét doan sY127, sY134.
Co gen biét hoa tinh hoan SRY. Vung AZFc: mit doan sY254, sY255
Vung mé rong: mét doan sY160, sY1191, sY1192, sY 1291,
sY121,sY153

NB 7, nit 19 tudi, NST
45,X[131/46,XY[42]
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Nguoi bénh Gen SRY Cac vung gen trén NSTY

NB 11, nam 19 méi, NST Cé cac vung gen AZFa, AZFb, AZFc va ving mo rong

Co gen biét hoa tinh hoan SRY

47, XXY

Khong phat hién dot bién mét doan.

NB 12, nam 18 tudi, NST
47, XXY

Co gen biét hoa tinh hoan SRY

Co cac vung gen AZFa, AZFb, AZFc va ving mo rong
Khong phat hién dot bién mét doan.

NB 13, nam 18 tudi, NST
47,XXY

Co gen bict hoa tinh hoan SRY

Co cac vung gen AZFa, AZFb, AZFc va ving mo rong
Khong phat hién dot bién mét doan.

Nhén xét: 6 nguoi xét nghiém gen biét hoa tinh hoan  bién mit doan cac ving gen trén nhidm sic thé Y.
SRY, 5 nguoi c6 gen SRY va 1 ngudi khong phat hién ~ 3.6. Nong d§ cac hormon sinh duc ciia ngudi bénh
gen SRY. 5 nguoi khong c6 dot bién va 1 nguoi c6 @t thiéu san sinh duc

Bdng 3: Néng do hormon sinh duc ciia nguwoi bénh truoc khi diéu tri

Nguwoi bénh NST FSH (U/L) LH (U/L) Testosterone (nmol/L) | Estradiol (pg/mL)
NB 2, nit, 15 tudi 46, XY 81,17 57,13 0,664 8,54
NB 3, nit, 16 tudi 46, XY 13,86 1,6 0,14 10,0
NB 4, nit, 18 tudi 46, XY 49,1 22,23 0,087 6,76

N 2. 45.X[12]
NB 5, nit, 16 tudi 146 XY[108] 93,18 33,08 0,186 <50
N 2 45,X[10]
NB 6, nit, 17 tudi 146.XY[72] 61,3 9,73 0,254 <50
N 2. 45,X[13]
NB 7, nit, 19 tudi 146 XY[32] 43,95 21,91 0,585 13,63
2. 45,X[22]
NB 8, nam 13 tuoi /46 XY[28] 22,81 3,65 5,97
2. 45,.X[31]
NB 9, nam 27 tudi 146 XY[68] 23,09 15,51 7,12 22,83
NB 10, 23 tudi 46,XX 87,82 66,65 0,339 36,44
NBI1, nam 19 tudi 47 XXY 36,41 33,82 5,26 5,84
NB12, nam 18 tudi 47,XXY 40,21 24,92 3,6 <50
NB13, nam 18 tudi 47,XXY 40,08 25,87 2,8 <50
Nam 1,5-12.4 1,7-8,6 8,64-20,0 7,63-42,6
, 2 Nir:
Khoang tham chiéu Tao noén 3,5-12,5 2,4-12,6 . 12,5-166
Hoang thé 1,7-6,7 1,0-11,4 ’ 43.8-211
Rung trimg 4,7-21,5 14-95.6 85,8-498

clia ngudi nam truong thanh. Nong d6 FSH va LH xu
hudng cao.

Nhén xét: nong do testosterone va estradiol thap & 7
nguoi c6 ngoai hinh nii, va testosterone cao hon ¢ 4
ngudi c6 ngoai hinh nam nhung thap hon giéi han

N
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4. BAN LUAN

V6 sinh nam, nit dugc biét dén do nhiéu nguyén nhan
trong d6 co bt thudng nhiém séc thé vai hai hoi ching
thudng gap 1a Turner va Klinefelter [3,4]. Trong s6 13
ngudi thiéu san tuyén sinh duc c6 3 nguoi Klinefelter
(NST 47,XXY) c6 ngoai hinh nam nhung tinh hoan nhé
khi truéng thanh, hinh thai va cdu trac tinh hoan, mao
tinh hoan va dng dan tinh binh thudng, thé tich tinh
hoan khoang 0,7 dén 1,3cm’, lugng testosterone san
sinh ra thap hon nguoi nam trudng thanh, lugng tinh
dich it va khong co tinh trung (NB12, NB13).

5 ngudi NST kham 45,X/46,XY trong d6 dong té bao
46,XY chiém ty 18 cao hon dong té bao 45,X. Trong 5
nguoi NST 45,X/46,XY c6 2 nguoi ngoai hinh nam,
c6 tinh hoan 1 hodc 2 bén, c6 dwong vat nhung 16
dai thap, day thi mudn, nong do testosterone thip hon
nguoi nam truéng thanh. Bén canh do6 2 nguoi NST
45,X/46,XY c6 ngoai hinh va by phan sinh duc nit, c6
am dao, khi day thi va va 1ong mu khong phat trién,
v kinh nguyén phat, ndong do estradiol va testosterone
rat thap, 1 nguoi va phat trién B2- B3, 16ng mu phat
trién P3 nhung vo kinh nguyén phat. Tuy mirc d6 thiéu
san tuyén sinh duc ma ngudi bénh ¢ ngoai hinh nam
hodc nit, déc tinh sinh duc phu thir phat kém phat trién,
chiéu cao thép [5].

C6 4 nguoi NST 46,XY thiéu san hoan toan tuyén sinh
duc (hdi chiing Swyer) ngoai hinh va bd phan sinh duc
nit, khi day thi va va 16ng mu khong phat trién, v6 kinh
nguyén phat, ndng do testosterone va estradiol rat thap,
khi phiu thuét ndi soi 6 bung thay vét tich tuyén sinh
duc 14 céu triic voi trimg, khong co té bao trimg hodc té
bao sinh tinh, hai trudng hop da cong bb trén tap chi Y
hoc TP Hb Chi Minh [6].

1 nguoi NST 46,XX ¢6 bd phan sinh duc khong ro rang,
khong thiy tinh hoan, budng trimg, tir cung, khong co
am dao, khong phan biét nam-nir, mac du khai sinh gigi
tinh nam nhung phat trién theo huéng nit. Khi day thi
vi va 16ng mu khong phat trién, ndng d¢ estradiol thap,
nguoi bénh da diéu trj noi tiét to nit, sau diéu tri vu va
16ng mu phat trién.

Maic du 12 nguoi cd NST Y (46,XY hodc 45,X/46,XY
hodc 47,XXY) nhung 6 nguoi lam gen biét hoa tinh
hoan SRY thi 1 nguodi khong phat hién gen SRY, 5
ngudi co gen SRY nhung 1 ngudi co dot bién mét doan
nho viing AZFb va AZFc va 4 nguoi khong ¢ dot bién.
Dot bién gen SRY chiém khoang 15% nguoi 46,XY

DSDs bén canh cac dot bién gen khac nhu SOXO9,
GATA4, FOG2, NR5A1, WT1, MAP3K1....[1]. C67
ngudi ngoai hinh nit ¢4 NST Y nhung tuyén sinh duc
khong biét hoa thanh tinh hoan, khéng san sinh AMH
nén con éng Muller, thay vét tich tir cung, voi trimg khi
phau thuat ndi soi 6 bung.

Trong s6 13 ngudi chin doan thiéu san tuyén sinh dyc
c6 7 ngudi thiéu san hoan toan tuyén sinh duc, tuyén
sinh duc khong biét hoa thanh tinh hoan, budng trimg
nén khi day thi néng dd estradiol, testosterone rét thép,
vi va 1ong mu khong phat trién, tir cung rat nho dang
dai x0, vo kinh nguyén phat. 2 nguoi NST 45,X/46,XY
va 3 ngudi NST 47,XXY thiéu san khong hoan toan
tuyén sinh duc, nguoi bénh c¢6 tinh hoan cAu trtic binh
thuong, san sinh testosterone nhung nong do thap hon
binh thudng nén day thi mudn, vo tinh.

V& diéu tri, ngudi bénh thiéu san tuyén sinh duc duoc
cit tuyén sinh duc chua biét hoa tranh ung thu té bao
mam [7,8], bd sung noi tiét thiéu hut do tuyén sinh duc
khong san xuat dé phat trién cac ddc tinh sinh duc phu
thar phat.

5.KET LUAN

Tir 2016 dén 2023 c6 13 nguoi thiéu san tuyén sinh duc
tai bénh vién Viét Buec:

7 ngudi cd ngoai hinh nit, (3 nguoi NST 45,X/46,XY,
4 nguoi NST 46,XY) c6 bd phén sinh dyc dang nir, v
kinh nguyén phat, vl va 16ng mu khéng hodc kém phat
trién khi day thi, ndng do estradiol thap so v&i ngudi
nir truong thanh. Phau thut ndi soi 6 bung 5 ngudi
thay khong c6 budng trimg, tinh hoan, c6 vét tich voi
tir cung. Piéu tri estrogen cho 2 ngudi thiy vi va long
mu phat trién.

2 nguoi NST 45,X/46,XY c6 ngoai hinh nam, c6 tinh
hoan 1 hodc 2 bén, 16 dai th:?ip thé téng sinh mon, ddu
hi¢u day thi mudn, néng do testosterone thép hon
ngudi nam truéng thanh, da duoc phau thuat tao hinh
niéu dao nam.

1 nguoi NST 46,XX c6 bd phan sinh duc khong 1o rang,
khong c6 am dao, phat trién theo huéng nir, da diéu tri
noi tiét té nit, vii va 16ng mu phat trién sau diéu tri.

3 nguoi Klinefelter NST 47,XXY thuan, ngoai hinh
nam, tinh hoan 2 bén nho, v tinh.
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